there was a gerodermic facies, short stature (height 130 cm, less than the 3rd centile), a small, brachycephalic head (head circumference 46 cm, less than the 2nd centile), haemangiomas on the forehead and neck, ptosis of the right eyelid, apparent hypotelorism (inner canthal distance 2-5 cm, outer canthal distance 8-5 cm), upward slanting eyebrows, a beaked nose with hypoplastic nares, high set ears, thin lips, long philtrum, malar hypoplasia, kyphoscoliosis, low set and widely spaced nipples, and pigmented naevi, mainly on the back and abdomen. There was a repaired left inguinal hernia, small penis with hypospadias, and enlarged scrotum. The hands were small and broad with bilateral shortening of the second phalanges of the fifth fingers, more evident on the left. The feet were small with bilateral partial syndactyly of the phalanges of the third and fourth toes. He had severe mental retardation, dysarthric speech, and urinary incontinence at night.
short left palpebral fissure, a left inguinal hernia, and hypospadias. Growth and development were delayed; he walked at 24 months and his speech has always been incomprehensible. His seven sibs are normal. On physical examination when he was 39 years old (fig 1) there was a gerodermic facies, short stature (height 130 cm, less than the 3rd centile), a small, brachycephalic head (head circumference 46 cm, less than the 2nd centile), haemangiomas on the forehead and neck, ptosis of the right eyelid, apparent hypotelorism (inner canthal distance 2-5 cm, outer canthal distance 8-5 cm), upward slanting eyebrows, a beaked nose with hypoplastic nares, high set ears, thin lips, long philtrum, malar hypoplasia, kyphoscoliosis, low set and widely spaced nipples, and pigmented naevi, mainly on the back and abdomen. There was a repaired left inguinal hernia, small penis with hypospadias, and enlarged scrotum. The hands were small and broad with bilateral shortening of the second phalanges of the fifth fingers, more evident on the left. The feet were small with bilateral partial syndactyly of the phalanges of the third and fourth toes. He had severe mental retardation, dysarthric speech, and urinary incontinence at night.
Dermatoglyphics showed the following features. 
